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DEFINITION: Diamond-Blackfan anemia (DBA) is con- * -

genital pure red cell aplasia.

SYNONYMS: Blackfan-Diamond anemia; Congenital hy-
poplastic anemia; Chronic congenital aregenerative ane-
mia; Hereditary red cell aplasia; Congenital erythroid hy-
poplasia; Erythrogenesis imperfecta; Chronic idiopathic
erythroblastopenia with aplastic anemia (type Josephs-
Diamond-Blackfan); Aase syndrome.

DIFFERENTIAL DIAGNOSIS: Acquired pure red cell
aplasia; Transient erythroblastopenia of childhood (TEC);
Parvovirus B19 infection; Fanconi anemia; Aplastic ane-
mia; Autoimmune hemolytic anemia.

SYMPTOMS AND SIGNS: Pallor, lassitude, and even
congestive heart failure may occur, due to severe anemia.
Apprommately 30% of patients are diagnosed in the first 3
months of life, 90% in the first year. One third have phys-
ical anomalies, such as abnormal thumbs, characteristic fa-
cies, or short neck; short stature is common. A substantial
risk exists for the development of myelodysplastic syn-
drome or acute myeloid leukemia, as well as selected solid
tumors such as osteosarcomas.

ETIOLOGY/EPIDEMIOLOGY: There are at least three
different gene loci for DBA. Approximately 20% have mu-
tations at 19q13 in RPS19, which are inherited in an auto-
somal dominant manner. The molecular mechanism is not
known. Males and females are affected equally, and all
racial and ethnic groups have been reported. Diamond-
Blackfan anemia is estimated to occur in 5 to 10 per 1mil-
lion live births.

DIAGNOSIS: Patients with DBA have a macrocytic
anemia, with reticulocytopenia and marrow erythrob-
lastopenia. White blood cells and platelets are usually
normal. Bone marrow examination distinguishes the red
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cell underproduction in this condition from erythroid hy-
perplasia in hemolytic anemias. Erythroid vacuoles and
nuclear inclusions suggest parvovirus. Red cell adenosine
deaminase is elevated in most patients.

TREATMENT ‘
Standard Therapies: More than half of patients respond
to treatment with prednisone. Patients who do not respond
to steroids can be transfused with leukocyte-depleted, irra-
diated, packed red blood cells. Iron overload requires
chelation with parenteral desferrioxamine. Remissions
occur in approximately 25% of patients, both prednisone-
responsive and those solely transfused. Stem cell transplant
(with bone marrow or cord blood) is an option for patlents :
with an HLA-matched sibling donor.

Investigational Therapies: Researchers are investigating
stem cell transplant for DBA from alternative donors.
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